Wilson's disease is an autosomal recessive disorder caused by mutations in the ATP7B gene, a membrane-bound coppertransporting ATPase. Clinical manifestations are caused by copper toxicity and primarily involve the liver, the brain and the eye. Because effective treatment is available, it is important to make this diagnosis early. 1, 6 We report a patient who developed features of neurological and ocular manifestations: incoordination and tremor and blurring of vision with presence of Kayser-Fleischer ring circling the cornea but no signs of hepatic dysfunction.
INTRODUCTION
The frequency of Wilson's disease in most populations is about 1 in 40,000 and the frequency of carriers of ATP7B mutations is about 1%. Based on these gene frequencies, the risk of Wilson's disease in the children of an affected patient is about 1 in 200. 1 Wilson's classic description of "progressive lenticular degeneration: a familial nervous disease associated with cirrhosis of liver appeared in 1912. Similar neurological disorder had been described previously by Gowers (1906) under the title of "Tetanoid Chorea" and by Westphal (1883) and Strumpell (1898) as Pseudosclerosis. None of these authors however recognized the association with cirrhosis. The clinical studies of Hall (1921) and histopathologic studies of Spielmeyer (1920), who reexamined section from liver and brain of Westphal and Strumpell cases clearly established that pseudosclerosis described by these authors was the same disease as that had been described by Wilson. 2 The gene defect in Wilson's disease affect copper transport systemthat produces dual defect: decreased incorporation of copper into ceruloplasmin in liver and decreased excretion of copper in bile. Accumulation of copper in liver increases the formation of hydroxyl free radicals causing damage to hepatocytes. In a few years, unbound copper is released from liver into the circulation where it damages brain, cornea, kidneys and other tissues. 3 Defective copper incorporation into apoceruloplasmin leads to excess catabolism and low blood levels of ceruloplasmin.1 The onset of neurologic symptoms is usually in the second and less often in the third decade, rarely beyond that time. In all instances, the initial event is deposition of copper in the liver, leading to acute or chronic hepatopathy and eventually to multilobular cirrhosis and splenomegaly. The first neurologic manifestations are almost invariably extrapyramidal and with proclivity to affect the oropharyngeal musculature.The typical presentations are tremor of limb or of head and generalized slowness of movement (i.e. Parkinsonian syndrome). Usually elements of cerebellar ataxia and intentional tremor are present in some stage of disease.2 Sunflower cataracts and Kayser-Fleischer (golden brown) ring around cornea may be seen.
1,2,4
CASE PRESENTATION 26 year gentleman from Ramechhap was admitted to CMS-TH, Bharatpur on 25 th Dec, 2013 with chief complaint of abnormal body movements in form of tremors for 3 years, Blurring of vision for 3 years and Headache on/off for 3 years. Abnormal movement first started in right hand mainly involving small joints, then it progressively involved head within six months duration. After another six months, tremor also occurred in left hand and finally both the lower limbs. Tremor was so severe that patient had difficulty in performing daily activities. Patient also complained of blurring of vision which is gradual in onset and progressive. His color vision was intact.There was history of migraine type headache and slurring of speech.Patient's past history revealed that he was treated for the same problem 2 year back and symptoms subsided after taking medication (not documented). After he discontinued the medication he is having the same problem.Patient doesn't give any history of jaundice, urinary or fecal incontinence, seizure, fever and head trauma. He doesn't consume alcohol neither he smoke. The patient was kept under observation for 22 days in neurology ward and on regular medication with chelating agent i.e. D -Penicillamine. There was significant recovery from the symptoms so he was sent home with the medications as per prescription and called for regular follow up for observation.
DISCUSSION
Wilson's disease is a rare autosomal recessive disorder of copper metabolism that is characterized by excessive deposition of copper in the liver, brain and other tissues like descemet layer of cornea. 2 In this patient, the presence of Kayser-Fleischer ring and serum Ceruloplasmin level less than 0.2gm/L (i.e. 
